Sclerosteosis or Truswell-Hansen disease is a rare autosomal recessive disorder characterized by dense bones, tall stature, and syndactyly. Most of the reports are from South Africa. Here we report the first such case from India.
Introduction
Sclerosteosis is a rare autosomal recessive disorder characterized by dense bones, tall stature, and syndactyly. Most of the reports are from South Africa. We report one such pedigree from South India and briefly discuss the genetics of this rare disorder.
Case Report
A 50-year-old man, diabetic for the past 10 years, presented with poorly controlled diabetes and cataract. Incidentally, he had coarse facial features with frontal bossing and congenital left facial nerve palsy with facial synkinesia [ Figure 1 ]. He also had syndactyly of the left 3 rd and 4 th fingers and short right 4 th finger along with hypoplastic nails [ Figure 2 ]. Radiographs showed dense skull [ Figure 3 ], pelvis [ Figure 4 ], lumbar spine, and fingers. Serum calcium, phosphorus, and alkaline phosphatase were normal.
He was born of a consanguineous marriage and the granddaughter of his elder brother was operated for syndactyly [ Figure 5 ]. His family members could not be examined.
Discussion
The clinical picture of dense bones, congenital facial palsy, syndactyly, and an autosomal recessive pattern closely fits the diagnosis of sclerosteosis Sclerosteosis was initially described as osteopetrosis with syndactyly. [2] Van Buchem disease and sclerosteosis are closely related disorders, differentiated by the presence of syndactyly, increased height and rapid progression in the later. Sclerosteosis is of two types. Type 1 is due to mutation of the SOST gene coding for sclerostin and has been mapped to 17q12-q21. [3] Type 2 is due to mutation of LRP 4 gene [4] 
